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Case 1 1 B, boy aged 3 Born after induction at 41 weeks; birthweight 5 lb 1 oz (2.45 kg). He sat late, gained poorly and was constipated. At 11 months he was thought to have the typical 'hypercalcemia' facies. No cardiac murmur was detected. X-rays of chest, abdomen (for nephrocalcinosis), skull and wrists were normal, skeletal age 6 months. Serum calcium 10.2 and 9.4 mg/100 ml; inorganic phosphorus 5.2 mg/100 ml; serum sodium 138, potassium 4.2 and bicarbonate 21 mEq/l. A formal assessment at 21 months gave a developmental quotient for hearing and speech of 33 %. Case 2 P B, boy aged 1 . Brother of I B Normal delivery at term; birthweight 7 lb 1 oz (5 kg). At birth his face looked odd and resembled his brother's. There was no cardiac murmur but there was webbing of the second and third toes of both feet and his thumbs were abnormally low on the thenar eminence. Subsequently a left convergent squint was noticed and he was found to have an anterior polar cataract in the left eye. Investigations on the fourth day of life: serum calcium 7.9 mg/100 ml, inorganic phosphorus 8.1 mg/100 ml; at 4 months his serum calcium was 9.2 mg/100 ml. At 16 months X-rays of his skeleton showed no osteosclerosis or other abnormality. His subsequent progress has been very similar to that of his brother with locomotor delay, hypotonia and constipation. An assessment at 1 year 2 months gave a general developmental quotient of 60. Further discussion with his mother revealed that she may have been in contact with rubella at 14 weeks during the second pregnancy and was given gamma globulin.
DISCUSSION
It was generally accepted that the older child showed the typical 'hypercalcemia' facies and that his developmental retardation was in keeping with the diagnosis. It is known that an apparently identical facial appearance with retardation is also found in children with supravalvular aortic stenosis, some of whom have no history suggesting previous hypercalcaemia. It is perhaps reasonable to suggest that this clinical picture may have to be extended to include children with the typical facies and retardation, but without hypercalczmia or supravalvular aortic stenosis. It seems likely that some intrauterine damage may be responsible for these syndromes and that hypercalcemia may be only one of the damaging agents.
The main discussion concerned the second child. It was thought that his facial appearance differed from that of his brother and that he probably had-a diffeient condition. In favour of this were the minor skeletal abnormalities and the cataract which are not features of hypercalcoemia-supravalvular aortic stenosis syndromes.
The final conclusion was that the children had two different conditions. Further investigation would include chromosome analysis and dermatoglyphics on both children and serological investigation on the mother and second child for rubella antibodies.
